Background

Chronic Mucocutaneous Candidiasis (CMC)
PID characterized by susceptibility to candida and dermatophytes infection A. PBMCs stimulated with candida -controls and subjects produced normal amounts of IL-1B B. Activation of TLR4 (LPS), TLR2 (Pam3Cys), and dectin-1-receptor (B-glucan) signaling pathways -controls and subjects had similar levels
Immunologic Defects in the Affected Members of Family 1.
A. PBMCs stimulated with candida -controls and subjects produced normal amounts of IL-6 and TNFa B. Subjects produced lower levels of IL-22 in response to candida stimulation Immunologic Defects in the Affected Members of Family 1. Presence of the mutation confirmed with PCR amplification of DNA sequence coding the CC domain of STAT1 followed by Sanger sequencing Screened controls and banked DNA for these mutations and they were not found
Confirmation of STAT1 Mutations in Patients with Chronic Mucocutaneous Candidiasis (CMC).
Three families from the United Kingdom (Families 2, 3, and 4) and one Dutch family (Family 5). 11 patients were tested for STAT1 mutations. Patients in Families 2, 3, and 5 were found to have mutation Ala267Val, and those in Family 4 were found to have mutation Arg274Trp.
